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DI, IR OB S HE CTREPAZTIET 5,
XP IFIROIRIA & 7 2 8 FHOMMiMEBE I T I E &
NTwW5 (XPA—XPG., XP/¥) 7> F)o XPA H 5 XPG
O 7 FHHOARHVERHZ ., S L Y 4 U7 DNA #iFo
B (%7 LA F FEREEGE [NER]) BEEEA R L TW
bo—F XP /N T ¥ MHETIZ, NER ZIEH TH 5 25,
DNA KV 2T —¥n (BEFEIVEZ DNA K1) X7 —+)
IZZER % DT A 7230, DNA G OBIEREM Ik E
WP % o>

HARIZBIT S XP BEOHELIL, LR 4 TAD»S 10
TN 1 BlEHEE s TB Y P 2 OB IEEEEE I
T 10 BELEE Y BARAND XP BEOEMIL, BERY
V2R FEAER D MRAEIR O ISR D EIER ¥ 1 7T TH 5 A
T (XPA. Ffufk 9922.3. OMIM278700) 75, XP & &1k
DEBLEEEDTHDEZETHY (F 1), Z0EEIE,
DED A FEOILHFICHNTH 2 EOHEETH 5.4
W2, HARAD A HEEZ O 80%13 G 75 C~DFE—D
WRAEWRER (ABREER) 2 AL TWw5 4 TOZERE,
Av1ray 303 HATTAAZHEIMICD S 72012,

BXRICR3

= 1. SEFEFOBENES (%)

HEARERY B = BALSIOE
A 55.3 28.6
B 0 1.6
C 3.4 26.6
D 55 14.6
E 3.4 1.0
F 6.9 2.1
G 0.7 2.1
NYT7 b 24.8 23.4

ZEXM (4) D51H

XPA BEHEAHHL T, TOERICLY | HIRE
F AWNIL O % #7212 U5 (AIwNL 285 & FRd
HILET D) HES T, HEAN XPA ~NT HEAHERD
%) 80% % M S 5 72121d, XPA EIZTF-D1272— N %
FARNETHTH S,

XP NT UHEKIZBU DD ADY) A7 %45 THFRIC
MM BB L LT, XPA Al B LR HT AT
TSR EFET 5720 21 7% PCR-RFLP (F Y X
7 —CEE G — R ELRD) L2 WR L, RS
R L TW7249 1,000 AIZDWTAZ Y —= >
T EAT, XPA T WAL O E N 25T 1572,
COREHRIE, KICTEL TV S EE DA DD S5
Bl b b L TEETH L,

HHE s LUOHE
ITRE

A3, 1,884 A (JEE 904 A, EIF 980 A, HF M 1
N) BRIz, SOMFHIL, FUBERE O T HA~O U
FOMIERE W S 512§ 5 HETITb s s
M BWOTHERE L L TS ISR IEN T TH 5,
STTREE & 13, BOBEREADT 10 mGy BUT & 5 W I3RS
LB ERHICEEL TV Lo ATt TH 5,10
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FEATICHH 72 DNA (3. 20 £ 5 30 FERTICHED 5T
BRAE STV F LYYt ST ) Y NERIERD H 572,
FTRTCORBHE, MAEZRETE AL Ica— FEL
Too BEARIEF YL VIR LT Y Y MAIZID R E, F 24
FYetam L7z YNXERE AT A P06 A A THMSLEY |
TurF—¥ KWEE, =5 ) —)VikE#IZ L ) DNA
R L7, 29 LTSNz DNA X H,0 I2EHD L.
PCR-RFLP f##7 12V 72,

PCR-RFLP FZ#f7

RllG# 25 % &4 DNA #HI8% PCR #:12 & ) Bilig & &
720 XPA BIZTOE3I A by EL4 IV V525D
DNA Wiy # #IE$ 572012, 2 O 751 < — (5-
TGGACTTAATCTGTTTTCA-3’ $ £ OF 5-CCTCTGTT
TTGGTTATAAG-3") % i\ 7z, BlEf%, #4iE DNA K
(61 bp) DO—¥R% HIFREEH AIWNI & %\ Hindlll CTHLIE
L. BT 27YNT I RVESKED: (12%) 12X )4
HEL 720 BIRB AR A AT HHA1CIE, MiIEL 72 61 ik
% DNA 13 AwWNI ALFLZ X ) ZO DM (25bp & 36
bp) (24 & 7z PCR #:CHAIE & 117z DNA 71 L <
XPA EIETICHET 22 L 2R T 72012, HFS
72 DNA % Hindlll CHLELS % & | XPA BIZTHETHN
TR L ROFE L I Db ) 2, ZODEVEA
(AWNIT LR DG4 L1358 2R X, 23 bp & 38 bp) 1243
Wi <7z (K)o XPA N7 DESRAEED N A1, W
U DNA %1#i- T, PCR-RFLP i % b ) —FE47 - 720 B
12 ) —HDATA FroH7212 DNA 2 L. WU
BT 2 AT o 720 BeHCMIITIZ, B X 417 DNA WiH ok
FeH & e L CRIRE AR DO AT o 72,

AWNL - + - + - + - + - +

Hindlll

update 13
TRETHENT

—fRAEENC BT 5 XPA Bl 2SR OB DOE X [
IZ, Stata/SE V7 b7 .7 (StataCorp LP, K[E 7 FH AN
College Station) % T, 2 A OEHEX M & LT,
Clopper-Pearson ®312 & 0 515 L 7z."

w R

AL 72 1,884 A, 61 bp @ DNA HHEIFT & 7201
1,020 ACTH -7 (LK 512 A, ElF 508 A)o PCR I &
%IRRT IL 54% TdH - 725 1,020 Arf 9 A75, HEiE
L7z 61 bp ™ DNA DFJF53H% AIWNL ILFIZ X ) ZD2 D
INEWIF (21 bp & 36 bp) 1253 S 4, BUAGELEOMR
HHEEZ LN (M) TNH 9 ADI 6, 4 NIFLET
5 NIRIBEOANTH 57209 AD AwNI LB OKERIL, [
U DNA %7z 2 [ H O FEERT S BRI LR ES
Nize TOH2BMHED AT A K55 DNA %71 mILL
THRI=E 2 A, 7 61T DNA OBEIRICEI L, WFhd
I EBDAT A P66 7 DNA ERILHERTH -
720 20 7 B 2 BIL, EIETEH 2 T, AlwNL 2%
FHTAANTOBSGERTH B L 2R L7 ERIIRL
TV, L L, 9 Bl 2 BlzonTIiE, 2 BHD A S
14 F» 5507 DNA 75 PCR EW 2155 2 LT
Lhrotze 2O 2HIONVTHAT OHAEKTH L &%
ZTWh, 8% 51X, &Y O 7 HIZDOWTIE, 2 [5 4
1247 > 72 PCR-RELP A C—H L 23 —AMS o Nz b
Th b,

S DORERIZE B & BIIEELE R HT S XPA ~NT 1
BAKRO RO 1,020 A3 LT 9 A (0.88%.
1/113) TH Y, 95SBIEFHXEIL 04% 225 1.67% TdH >
oo T LB L RIGECHELRIBZEIIRED N5
72

(b)

X. #IRREESR AIwNI (a) % 7=1d Hindlll (b) THLIE L =B ORRM L ERIXE/NZ2—>, L= AT EEIC b
O—Jb, L—>B:RAlAETREETS XPAATOESAFIL FO—JL, L—> C—E: AEHF (C &
D IXIEE, E AT OEESE. AWNIIBIZLD)EVETE [25bp & 36 bp]l HESN7,)

BXRICR3
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=

ZORFIE. XP AT ORI ES 2 4T TO
T RIZFRETH %o JRE & RRIZAEME L Tz 1,000
NUERSGIC, ARBEREE T 5 XPA ~NT OHEAR
DHEZRARIZE 25, 088% (1/113) TH5HZ DS
helpotze COBMEVPHANERET 2HETHL LT
%% 51F, HARNER 1 fi£ 2,000 5 AH 100 75 A2 XPA
A BEERONTOEARTH L LEZ bND, £ LT,
COHFEIL, INFE TN XP BE BT B/
7 BRIR A DA% S & JHE L 72 XPA 7 T AR
(047—0.74%) REMGBER AT 5 XPA ~T HHEAK
BEEE (0.41—-0.65%) & 0 bEAo72.% 40 1,020 A2
WTEIR T LRV DR L 4 DNA 2 W T#T L 720
T.HEZTOLIA, ROLEFEROBESVEL1HL Z L8
T&EEEZ TV,

HAEIZE IS XP EBE ENT OBFESHDOLBDEE
LS5 N7z XPA BIZTIBIGE LR AT A REE
DEED S 8 D XP EIZT- DWW hp—DIIZEIRE
Ref35HXPEELZONTUEAEROBME LT L
720 THREATOIEFEETHE Y p. ZHREREET
DHEE g(=1-p) & L7234 Hardy-Weinberg DA
5 AMEFESZN) i BNTOHEAHE) [ CORERER =8
H)=p* i 2pq . @ TREIND, SROFERENS | AIREZE
R HT D XPA NT THEERDOHLIL 2pg = 0.0088 +

- -
- -

0.0030 TH Y, BIIHELER L AT 5 XPA BEDOHEIL
#=196%131x 107 & 7% % (MREEEOHFS I ZEHE S
%)o TIZ, XPA BH 92 Arf 72 A (78%) ARG HZ S
AW FOMLBETICELTBY, Y OKETS A A
DM VBIETAZBIAE AR EFE LTV AL 2 Embh
TWADT,* 4 XPA BFEOHEIL, 1.96 x 107 % 0.78
THT & 251 x107° (2, [Cl. 21TH) &% 5, #5300
AND XP BEHOHEHHER IS HEI o TW D (&
2, [B]) & T, &AHMMHERE (XPB 225 XP /XY TV ) @
MR EZEOHEZ KDDL ENTES (F2, [C))o T
b, XP BE RO THIE L 454 £ 3.04 x 107
(1/22,000) (5 2. [C]. ®&#AT) THo7zo 72, & XP
BIETICEREET AT OEAROBEED 2pg £ VK
HHND (FF 2, [D])o XP &EROANT O HBESROBEL
2pg =2.95+1.04 x 102 (1/34, 3 2, [D]. %#4T) TH o
720 TRTD XP DFEHEZT DT DHAROBEED,
34 A2 1T A&V DI MICEWE S I b,
INFTIZH HARAD XP % XPA N7 UHAREE %
BT HRAMTONTE /L, IF TIHE S N7z XP
BEBILIUANTOHEROBEE L e OMEBEL K3
WZF D720 TN T TITHE SN/2HZIX, Weinberg-
Dahlberg D, g = (1 - &)/(16k — 15¢ — ck) Zffi- THH
ENFZLDTH 5L, ZORITTPISHE IO WTAT T
AW % KD 5 7200 T, o 13— EHOWw
& CHISOEIE . kK ZRBOMBOVE THEOEIETH

K2 ZE XPEETEHTIBRESSUNT OEEHOHTERE

. 1 = E !
men mEmia  SGREEOLEEC DU oo o

A 161 55.3 251 +1.68 1.000.34
B 0 0 0 0
c 10 3.4 0.16 £0.12 0.25 +0.09
D 16 55 0.25+0.18 0.32 £0.11
E 10 3.4 0.1640.12 0.25 + 0.09
F 20 6.9 0.3240.22 0.35+0.13
G 2 07 0.03 £ 0.03 0.11+0.05

NUF2 b 72 24.8 1124077 0.67 +0.23
- 4.54 £ 3.04 2.95 +1.04
A 291 100 (1/22,000) (1/34)

£ 3. BRAAD XP (XPA) BE S L UANTOESEOHTHEENT EH

EEF BEDEE (¢2) AT OEEHEE (2pg) SE
XPA 1/42,000 1/100 AR
XPA 1/570,000 1/376 Maeda (ref. 13)
XP 1/23,000 1/34 ANFAZE
XP 1/18,000—31,000 1/67—88 Neel (ref. 14)
XP 1/100,000 1/170 Takebe (ref. 3)
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%o AR5 N7z XPA ~NT TIEAHHHE (1/100) % XP
AT AW (1/34) 13 ZROBEWETH 5,

LA L. 4HE5 72 XPA DRIEELR T AT
O A R (0.88%) @ 95% 15 HEIX 1 0.40% % 5
1.67% THbo b L. 040%HBARDBHETH L LT DL,
XPA BHEOHEIX 0.51 x 107°(1/195,000) & 7% 1) | FHE
(0.88%) OHEH LMD 1/5 £ b, #9)F 5 &, XP
SROBE DL 093 x 107 £ 7% ) | XP AT OHEAK
BHEEIE 132 x 1072 (1/76) &g S, FIfE HHEE L
7ol (2.95x 1072, 1/34) D 12 Sbwekh b, TRHDHE
L BEOHEIEUL TV,

F 72 AMEEC & > TER DB T, KE AN
D EE\BETHILBET SHE5DHDDT, BEHEOER
BRETIERWEEZ DL, FR-ADFER L BIZOHREIC
WERELFE IRV IZEDbND, LL, 4 H55 0
- ATER L D E o 7o L v ) RN b B
ENTWB L, JEE - EFOERDSAAREEREELT
WHRWATREES B 5

XP NTFOFSEDHIADY X

XP ANTFHESKROHBADY A7 12 LTI, 31 4%
Tz swift OGP BB BT TH D HEHVAER
iE L 72 AOEI &1L, BB TIE 1,046 A 30 AL 2317
BEE L THAZERME T, 855 A 11 ATH Y| Ik
BREOTT AR L V) e E DS A DHEDAH I E Do 72
(F v XM =227, 95%EWXHIE 1.13 25 4.55), €D
F. CoMBEHEOBE) A7 134 ZRAWREESNTEY,
FOHD | FRIIEIC XPA BIETIEREFLTND T
EDWOEnE R ST 2D A RRDOMBERDRZE A
DY A7 I REETH L RABERICHRT 15 fFdEv,
—H Y D 27 FRICBWTIE, MiFSE L iEEE &
DOMICHETAEZ RO NG D070 20 4 FRIZ
VA2 Do TV AEHIZAHTSH 225, H 2 (L5 K H
BTH57 5 (EERERPIRC L RERD) & hEHE
OB E (JEEHISATT 2 1) B OFEOMHILEBDOM) H3iE
IEMEVH) LT, —ERITFHHAP O Lt v, 2

SE K

M 25 SERTICHRE S WF2E . 4 XP BinT1d 7
O—= Y7 ENTWhho72DT, REFAZIRIEL:
MAFRBEDPNT OFEAERTH o720 &) D P b 2 LT
TELhro72,

CDEHITXP AT UHEERICBWTEEPAY A Y
WEFLTVLIHIZBDONED, EDOLHVEBRIEAR
HTH 5,

HARDAOE T, XP BH O 1, 5
BT DEREROMBEL AL EZAIZHY ., LT LD
FTRCHEE SN TV L DI TR, ARUADEIZE
WL, WTho XP BETHN, ~NT DIEAROSEE % 3K
DLMFERATEI LT H L, HY &b oW LIHEHDIIRE
REPTARDL ZLDPVETH D) FEE, TIREATHETDH
%o COMIZE LT, HARD XP BE O HT XPA #Ix
FACEINEREZHE L TE D 2D XPA BE DRI H3H
—ORRELEREE T LR ERATH L, 2D L H I,
AARAND XPA AlIEE LR L XPA ~NT TSRO AD
A L ORRE AT B EMAALITIATIE 25
LHEEZLND,

AR DTN S5 5 N7z XPA NT DAL, #
HIREBI DR 5 A % AT UL, XPA NT TSRO H
ADN AT #HLPIZTE LI HEMELZ R L TV 5, 4
1. BUE XPA NT OBAERICBITBEENAD) A7 %
SH$ A WFZERT I 2 HEf R T 5o

&

B FEWTZIE A BE (XPA) OANT OEERICBI 517
BSADY) A7 FAED 72O OFiFAAE L LT, XPA &%
TR ELEREE T AT URAROHMELILE LR
WA LT 7249 1,000 AlZDWT, PCR-RFLP %%
WAz, A L7 1,020 A 9 ABANT BIEAREH
EEN, TOMEIL088% TH o7z b LIOMHEAHAR
ANERFTBHMETH L T 5L, ARNENIZIE XPA &
BT ORIGE LR Z AT BT ORAEIH 100 5T
ETAHIEIC LD NS T, SNEDADDVADY) AT %
FARDZEDPTHTRETH D LT R 5,
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FiEE | IREME T DS02 D&

REHTE AR DS02 DEA EHBERES LV
FE) X VHEEBNDRZE

Harry M. Cullings ApATEL  SFHsE+

PRI RT AT

2003 4FAZREENHEHT L Wilte e R TH 5 DS02 %
A L72o DSO2 13 EIC, TDHIH TH 5 DS86 D LT
MERTEOEEECET 28, 34 bbE TS
o S 7RIS BT 2 BRBEIIE 2 & A U 7c R & i
PRI B 72 0ICFE S N7z, B 5 DS, DLATIC AR S
172 RERF Update' Tl & LT 5, DS02 DREISEHE 1L,
WRB BRI E WA S LT b BN ERE (RO
BEHRT 7 7y B X OBEHRO# L~ of%) 2B
TBHERLEH LWETHMHISINZ T, DS86 EMAZICA L7
MEZART 5700, ERICEEL &S0 0B IEY
Tolo BROT Y N7y b B X OHREHEE#®%ICET 5
HLVEMRIC L) BRE O TR TOWBEHEIC BT,
MR RS (R LV ToIRER (B50H) 1
BINREE (10%FEEE) TlEd 50— 742t (BEDH
DT RTOWIEE IZ DV CF U0 Zt) sEobh
7201 ZAUTH LT R DB I SO HRE DR
BIZPR ) RERENEDL S LS, 20 L) Bl
13, Bl O E RS 2 v T, B K E S0 DS86
W - BEEEX IS oW MR (LSS) B kDT
WD L RNBOL DL R L BT, WHRE IOV
TR SNZHEISHTT 5 DS02 OB fHEICTE L0,
) 27 HEEEN OB T B IR ORI DWW TEEE
T 5

EBEOHEBEOLEOREHIIOVTEHAE SN H=
(D) &, X H —< (K) x @R (T) TSI, K
A D XK BLOT OIS L T2 LT 5, T

D n K n T n
&bt)\ EIU‘IE-T‘LZOV‘“Cli DS02,n _ A DS02, x DS02, <
DS86,n KDSSG,n TDSS().n

D K T,
B Y@ onTH sz _ Kpsorg  Tpsore

psss.e  Kpssog
HHOT,DOELE KBLUTOZRLE LTERNTE S,
T IEHICZ20OFIHToND, —2id, BB LR
&2 (BBEOHED) SEBERICET 25D THY
b9 =D, BIRER, Thbb BRI X TR
DERE (B BETIZDWTUE Ty = Towernain X Thodyn) 12

Tpsse.g

BXRICR3

BT 2bDTH5, [ LERSHMET-L 7 2 < HOWHIZ
BTEELR.D.KBLUT L ZENLDIIE T
) PETICRIT 5 IS ORI V<R OE LI
AR S b,

K DZALIZOWTIE, 0K 1 IS ST b, FH%
Lid, 7o~ WAOZELTH Y | TXTOMEE OHHEC
BOWTRE - BIFIIZH 7% 25 10%3E00 L 72, )5,
T OZALIE, HEREA 2 VI E IR OME I HET 5L
O AN F— - A7 MV, B X USERGEE
DR FFOEALOWFTITEH T 5, TAVF— - A7
MVOZEALIIBD TIHRICERNTE 5, ThbbE, wih
DIETFICBNTH T VAT PVIZIFIT & A B2
E 7% <L W BV THET LAV F — &R T
WA L7220 LA Ly IS Teyema B & O Thoay ICBIFHZE
IOV THETOHAZIMZ 5,0

B IHIZOWTIX, W FOBHDOT 7 b7y Ml
BT LRV —RT >~ (T 7%b b B ZbE R
THR SN, B TLURNICBHOER2 S e L
Tl <) DART MVIZEL2 o7k, T2
FOEEEIEIML 22 L IEETRETHE, L L,
B3 — KA > < #iE, FICRIBE R~ v #k 8B & U5
IR S BB G RTR A B O EIN & i %
HOLICT ERWV, iEo T, H YL ANF — - A7
FIVIZEE T 2 Togemag PZALIZIEE A L%V 0 Toxemale
DME—DZALIE DS02 DMERDIBIEIZ L B DTH L, £
72, DS02 Tld, DS86 & A U FE:CTHMARIZ L 2 HITERL
RSN TR DT, WH%DIEFHIOVTD Ty, P
RELRZELIE R,

LTI DWW T, DS02 DIEFDISIEDZE S N A
12, RN T AV F =D LD | Teyeman 254 T
Btz Thbb, FIZIE, DS02 DMEFDBIEIC L 55
BHZT R VWEBERICOWTIE, PRI ALFE—D
ZALIZ £ D Togorman 75 DS86 DHE LD AL (3 5%)
Dl lr oz, 2OERT, BV NI ERIR 2 0
T EMOFH TP R oT0D, NI HETRE
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L TRTOBBEEIH L CHRT 528, BEER O
Toody.n Jﬁéqﬂli—?l%»ﬂe-@ﬂt@%ﬁ%f&% 4l
ZAEL BT DOV TIE, DS02 O Thogyn (& DS86 DI &
D HH 6% 5 9%,

HET-& 7Y <R OM /5 12D T, DS02 TOERE DG
D Toxemat W2 RITTRBIT, TNEFNOBIEOR# & #
MBSO HBEORHEZEET A LICL Vb
I CHBE NG D o LT DZALIE Toxemare (T2 D DT
HHY, TNEH YD E 72D TH Do Texeman P2
L &REMICFETH 5,

o BRI AARF BNV 72 AISD W T, 1B o i)
2 o 7EBED @Y X 5 [ ] kL. DS86 T,
%3@%ﬁ%@%é@z%ﬂiﬁ%ﬁ#%%n1wt

IEEEIN LD o Tz UL, BENALE O
iﬁa AT X T, B S OREHE # 13 & A LR
TELRWEMEELZOTH S, Lo L, FICAKFEEH
5 DIFHOMA DR HEHEIZ BV T, Bt &9
BT O EROFEIIERTE LWV EBICHRES
N7z, DSO2 Tid, DS86 DRE - REETIVED 514
LNTE YT HNOFEOKERE L. HH ORI ERKD
RIEICHED W TEDODR 5T 5 & v ) HEIZ Hw
TID L) BINDEFR DO E 24T - 725 DS02 HAD
B, BT 2 T RCOWBE (L6 5383 A BiIF
2,166 N\) ORIJTHERL ST A — % %, ZTNENOMEFIE
B U HILHE 2 B T B o D7 > T L —
M FAWVTHE I — F L7z, AT ER] 25 b/ S
WHT LWV A D NI Tegiemnarg 27 TH 10% 525
12%3IML ., FERXFDOANTIEDLTNIZ 1% 25 2% D
ZALAH 1) . Z OERDTHR DR EVHF LW GFICAS
ATIEH 12% 55 17% DRI RO LNz TNHD
ZAGIE, BIFR 2B RE A R TIFY L TR e e
%bo THUE, COBBETEOFERA. DS86 THH &
NIETVRE - BRI IR —POBEONEYT
ANTFEZE L CHEREBTELZDDICT E W
ZEERMT S,

RIEAL A b;U%@ﬁ@ﬁM@kﬂ$L@L%®¢

W ANDZZOIZH L\ [E] BTV E/ER L, DS86
T H i\ﬂf:%T}bz’x):» BB IAY - Iz
B L7zo BRI, AdERER E0BYIZ, ET VR
B RERIIAY—CTHEHYNIRT LN TERV, &
o, REMOBYIIRE - BRI HIREVE
BAEGENTBY ., ko T, 20 &) i@ % wid s
TR, BAL Y 72 ) CHlE Y 2 BE R AR R 1A S
ARERBLERL DO FH L THL v HILWET L
TlE, TOFMOEHOHIZWIZEED 639 A, Elgo
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67 AD Togema P LT 31%HEM L 720
1989 4E12, DS86 DEISEH L. Bl C—fkiy % 2 O
TH OB N THIREL 72 ADERIZ OV TEET 5 H
FEEBEHIR L20Y, ZOFETIE, B R RIR
DHBETMEENTBEY , BNORBUTET M LE
TWRH 572, DSO2 2BV TIE, TR L &R/ % F
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